We present the results of a clinical and genetic reinvestigation of the Cypriot family affected by an X
Norrie disease (ND) is an X linked recessive disorder characterised by blindness caused by the early development of retinal dysplasia, vascular proliferation (pseudoglioma), and ocular phthisis' (MIM *310600). Over We performed a clinical reinvestigation of the family and linkage analysis with DNA markers from the short arm of the X chromosome to test the identity of Episkopi blindness and Norrie disease.
Materials and methods

FAMILY AND PATIENTS
The family is personally known to one of us (PA). This allowed us to take the family history and to extend the pedigree to 160 members including 16 affected males out of 48 males at risk (fig 1) . Of the living affected males and obligate female carriers all but one each (VI.47, V.17) were seen. Unfortunately, neither the male patients nor the female obligate carriers were willing to see an ophthalmologist for thorough ophthalmoscopic examination. Thirty-nine family members (including one husband of a potentially heterozygous woman) agreed to blood sampling for genetic analysis.
PROBES
The following probes were used in this study: L1. 28 CT scan of VI.14 at the age of 35 years. He had some vision on the right up to 7 years and perception of light by the age of 7 7 the left a small osseous orbit, a small globe with squamous calcification in a ring-like configuration, and a central, non-calcified tinution of the optic nerve (B). On the right, spotty calcifications in the posterior segment of the eye (C) and a slight !medial part of the lens (D) can be seen. 
